Introduction
Escobar syndrome or the multiple pterygium syndrome is an autosomal recessive disorder, though other modes of inheritance have also been suggested. The central manifestation of this disorder is the presence of multiple pterygia or cutaneous contractures with normal intelligence. It was first described by Bussiere [1] in 1902 from Pondicherry. It however got its name Escobar syndrome in 1982 after Escobar [2] who along with his associates prepared an extensive report on this disease in 1978. The genetic defect of this condition has been identified as the gamma subunit of the nicotinic acetylcholinergic receptor. From the family history of the proband, we found that his nephew (the second son of the first female sibling of above family) also was having similar features. This five- Plastic surgery opinion was sought for both patients.
The expert opinion was that in the proband, correction is difficult, whereas in the child, correction of the defects is planned.
Discussion
The clinical manifestations of the two patients we The gene responsible has been localized to 2q36-q37 region according to Hoffman et al., [3] and Morgan et al. [4] in 2006. This gene codes for the gamma subunit of the acetylcholine receptor. The acetylcholine receptor has five subunits (2 alpha, 1 beta, 1 delta, and 1 gamma/ epsilon Till date, there is only one more single case report from Vellore, South India by Madhuri et al, [5] where they described a 5-year-old girl with multiple pterygia, genital anomalies, facial anomalies, but no spine deformities and translocation involving chromosomes 6 and 7, which was not seen in our patient. This is the first report of a family with three affected individuals and all being male members.
Conclusion
We describe three male patients with Escobar syndrome from the same family.
There is no specific treatment for Escobar syndrome.
At present, genetic counselling and in utero detection, wherever possible, remains the mainstay of treatment.
We could not confirm whether this family were in any way descendents of the first patient of Escobar syndrome described by J.A. Bussiere in 1902.
